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3A4FTRBEOBEIS 96, 84BID35~3 9 FDOBELS 2HADRENR
HELTBIZDORIFIHIC24% THolzo ZR40FTLEED3 0GB IV EHE
EL5TBO 4 Gl BIXREOREIT LI o7
CEERERE S 6 I LIXI AIOREEREENLEE L TRY, Z0XRIZ
25.0%LBHREC—HKLE. ZOIEDIARER LB THEEN TN B0
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Table 1

NUMBER OF AMNIOCENTESES IN THIS STUDY

YEAR AT AMNIOCENTESIS 1
INSTITUTIONS 1970 1971 1972 1973 1974 1975 1976 1977 1978 | Total
Nihon Unlv, Hosp. 1 2 1 1 2 7 4 2 21
Osaka City Univ. Hosp. - - g 3 72 43 43 55 4y 264
Nogoya City Unlv, Hosp] - 3 18 30 34 39 48 68 60 300
Total 1 5 23 34 107 84 98 127 106 585
Table 2
INDICATION FOR AMNIOCENTESIS
AND ABNORMAL FINDINGS
mmcmon NUMBER NUMBER NUMBER OF NUMBER OF
oF OF ABNORMAL AFFECTED
mmocemssxs WOMEN  PREGNANCIES FINDINGS FETUSES B NEWBORNS
CHROMOSCMAL DISORDER )
Parent transiocgtion carrier 23 36 ( 6.2%) g+ (1D 9 + (1D
Previous child wlth Down’s 314 348 ( 59.51%) g+ (D)+2]>* 9+ (D)
Previous child wi
other chromosomol disorder 27 30 ( 5.1%) 1 1
Other fomily history of
chromosomal disorder 9 10 ¢ 1.7%) 0 0
Advanced maternal age
35 - 3 43 Ly (11.8%) [P 0
40 - 25 25 .7 0 0
Other 2] 20 3.7%) 0 0
X-LINKED DISORDER
Carrier woman i1 1 ( 211 (3] 163
Affected hasband 1 1 : (N (§))]
METABOLIC DISORDER 49 56 ( 9.6%) 13 17
OTHER*"* 2 2( 0.3%) 0 0
Total 523 585 (100.0%) 31+ (13) 36 +(13)
+ 1614427 + [6)
f } corrler
<>0q uestlonoble findings

* 46.XX / 46.XY
** 46, XY / U7.XXY ?

**¢ nrevious child with spinao bifida 5 1
previous child with xeroderma pigmentosum ; 1

—109—



AMNIOCENTESIS

Table 3
Timing of the Initig] Amniocentesis
GESTATIONAL WEEKS AT THE INITIAL AMNIOCENTESIS —1
13 14 15 16 17 18 19 20 21 22 23 17 TOTAL
NUMBER OF
AMNI1OCENTESES 3 13 37 167 177 8 40 21 11 12 12 3 585
PER CENT 0.5 2.2 6.3 28.530.3 15.26.8 3.6 1.9 2.1 2.1 0.5 | 100.0

b—74.0 —

Number of Amniocenteses For Diognosts

NUMBER OF NUMBER OF

AMNIOCENTESES  PREGNANCIES PER CENT

1 513 87.7

2 64 10.9

3 6 1.0

q 1 0.2

Unknown 1 0.2

Total 585 100.0

Reason For Repeated Amniocentesis

NUMBER OF
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REASON PREGNANCIES PER CENT
Confirmation of the Diognosis 28 39.4
Insufficient Cell Growth 16 22.5
Analysis-Fallure 12 16.9
Infection During the Cell Growth 7 9.9
Amniocentesis-Failure 7 9.1
Unknown 1 1.4

Total . 71 100.0



Table 4

ERRONEOUS DIAGNOSIS BY AMNIOCENTESIS ._Z__ X100=1.2%
568
INDICATION
fFOR AMNIOCENTESIS PREGNANCY DIAGNOSIS
AMNIOCENTESIS DIAGNOSIS QUTCOME AT BIRTH
1, Tronslocation carrier 46, XX Live birth 46.XY,long Y.+ t(Da6a)
2. Advonced maternal age 46,XY 7 47,XXY ? Live birth 46, XY
. with
3 PreVloungE%!g It 46, XX / 46, Xy Live birth u6, Xy
4, * A.G.S. Normal Live birth Adrenogenital syndrome
5. . Hurler’s Normol Live birth Hurler’s
6. . I-cell Normal Live birth 1-cel)
7. b Tay-Sachs Normal Live birth Toy-Sachs
Table 5
PRENATAL DIAGNOSIS AND OUTCOME OF PREGNANCY
B PREGNANCY OUTCOME ABNORMAL
AMNTOCENTESIS NUMBER OF | LIVE ELECTIVE FETAL nou F‘"?g”Gs
DIAGNOS1S PREGNANCIES| BIRTH ABORTIONS LOSSES FETUSES & NEWBORNS
NORMAL
Chromosomal 471 428 3¢ 10 30 1
X-Linked (female) 5 5 - - - -
Metabollc 38 36 - 1 1 4
+ Other 2 2 - - - -
ABNORMAL -
Chromosomal
Affected 18 - 18 - - 18
Bolonced 12 10 1 - 1 (12)
Questionable 2 2** - - - -
X-Linked
Male ¢ 6 | et 5 - - 6]
Female (4%} 1nite) 1 - 1 - - ih
Metobolic 13 - 13 - - 13
Other - - - - - -
NO RESULT OBTAINED 17 13 2 1 1 -
Total 585 497 43 12 33 36+ (12) + (6]
(100.0%) [(s4T9%) (7.a%) (2.1%) (5.6%)

@ PARENT’S DESIRE
se NORMAL MALE

**% AFFECTED BOY
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Table 6

FETAL LOSS

INTERVAL
FROM PLACENTAL
INDICATION FOR  MATERNAL . CAUSE
AMNTOCENTESIS Age ~ FETAL LOSS FETAL AGE  CENTESIS LOCALIZATION ;
1. Advgnced 37 Y.0. Deoth 16 weeks 2 hours Ultrasound Fetol bleeding suspect,
Maternal oge in utero (placental puncture ?)
2. Tronslocation 36 Y,0. Death 18 weeks 7 days - S.F.D. (50 grom)
carrier ) in utero
3, Preg. chéld 31 Y.0. Abortion 17 weeks 10 days - Unknown
own’
4, Prev. child 24 ¥,0, Deoth 17 weeks 12 days - Unknown
R Down‘s in utero
5. Pregb ghé]d 33 Y.0. Abortion 19 weeks 13 days Ultrosound  Incompetent cervix
w s
6. Prev. child 29 Y.0. Death 21 weeks 14 days - Cord Injury suspect.
Down’s in utero
7. Prev. child 25 Y.0. Degth 16 weeks 2 weeks Ultrosound  Unknown
Down’s in utero
8. Prev, child 31 ¥,0, Death 20 weeks 20 days - Unknown
Down’s in utero
9. PreI\;r.J gh;ld 28 ¥,0. Abortion 21 weeks 2] days Ultrosound  Unknown
w ’
10. Preﬁéwgpéld 23 Y.0, Abortion 23 weeks 4 weeks  Ultrosound Incompetent cervix
11, Prev, child 37 Y.0, Deoth 38 weeks 19 weeks Ultrosound Fetol malformation
Down’s in utero
12, Prev. child 23 Y.0, [Intraportum 4} weeks 25 weeks Ultrasound Dystocio
Down’s deoth
Per-cent rate of total fetal loss= —-L2— X 100=2.2 %
585°- 43°**

o TOTAL CASES OF AMNIOCENTESIS
»e ELECTIVE ABORTION

—112—



Table 7

AMNIOCENTESES, TEST-RESULTS AND FETAL LOSSES
DURING THREE PERIODS

YEARS AT AMNIOCENTESIS
1970-1974 1975-1976 1977-1978
Number of omniocenteses 170 (100.0%) 182 (100.0%) 233 (100.0%)
Plocental localization
Ultrasound 0{( coy) 124 ( 68.1 %) 226 ( 97.0%)
No localizotion 170 (100.0%) 58 { 31.94%) 7 ( 3.0%)
Erronecus diognosis 3{ 1.8%) 3( 1.6%) 1 ( 0.4%)
No result obtoined
Culture-follure 4 { 2.4%) 0( o0.0%) 1( 0.42)
Amnjocentesis-fallure 0( 06.0%) 8 ( 4.4%) 2( 0.9%)
Anglysis-fatlure 2( 1.2%) 0( o0.0%) 0( 0.0%)
Repeated amniocentesis
Culture-follure 11 ( 6.4%) q( 2.2%) 1( 0.43%)
Amniocentesis-faoilure 1 ( 0.6%) 6( 3.3%) 0( 0.0%)
Anglysls-fatlure 6 ( 3.5%) 6( 3.3%) 0( o0.0%)
Infection during culture 7( 4.1 0( 0.0%) 0( 0.0%)
Confirmation of diognosis 14 ( 8.2%) 12 ( 7.0%) 2( 0.9%)
Unknown 0( 0.0%) 1{ 0.5%) 0( 0.0%)
Fetal losses
Total 3( 1.8%) 4( 2.2%) S{ 2.1%)
 1.9x)* { 2.4%)°** { 2.3%))°
Mid-trimester 3( 1.8%) 3( 1.6%) 4 ( 1.7%)
(« 1.9%)"  1.8%)¢° (( 1.9%))0"
« PER-CENT RATE YO 156 AMNIOCENTESES EXCLUDING ELECTIVE ABORTIONS
se " 170 L)
Y'Y} “ 2]6 "
Table 8

NEONATAL EVALUATION (D)

Gestational Age at Birth

NUMBER
WEEKS CASES PER CENT
27 or less 0 -
28 - 31 2 0.4
32 - 36 14 2.9
37 - 41 439 91.3
42 or more 26 5.4
Subtotal 431 100.0
Unknown 16
TJotal 497
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Table 9
NEONATAL EVALUATION (2)

Mode of Delivery

NUMBER

MODE OF DELIVERY ‘<ycre PER CENT
Vaginal delivery
Normal delivery 407 84,1
Vacuum delivery 19 3.9
Forceps delivery 8 1.6
Breech present. 12 2.5
Cesarean section 38 7.9
Subtotal 484 100.0
Unknown 13
Total 497
Table 10

NEONATAL EVALUATION (3)

Apgar Score

NUMBER

SCORE CASES PER CENT
10 - 8 435 83,5

7-3 26 5.6

2-0 4 0.9
Subtotal 465 100.0
Unknown 132

Total 497
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Table 11
NEONATAL EVALUATION (4)

Weight, Length and Head Circumference
of Full-Term Newborns

NUMBER OF CASES  MEAN % SD CONTROL&

Welght Male (232) 3.30% 0,42 3.2%0.4

Kg. Female (197) 3,212 0.36 3.1£0.4

Male (225) 49,8%2.0 50.,2¥2.2

Lengt?m' Female (188) u9.5,i2.0 49,51t 2,1

Head Male (217) 33.61.4 33,5%1.5

circumference| Female (189) 32.3%1.3 4 33,1X1.5
cm.

» MiNisTRY HEALTH AND WeLrare (1970)

Table 12
FOLLOW-UP EVALUATION (D)
Sequence of Evoluation
Number of omniocenteses --------------- 585
Ellective abortions -------=cecencucoun 43
Fetal loss (including still birth) ---- 12
Lost to follow-up befor delivery ------ 33
Live births ----mmecmmome e 497
Neonatal deaths --------w--ccommamaeeao 4
Additional deaths after birth --------- 4
Lost to follow-up or not followed vet - 66
Total follow-up evaluations ----------- 423
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Table 13
FOLLOW-UP. EVALUATION (2)

Deaths After Birth

INDICATION FOR INFANT’S
AMNIOCENTESIS . AGE CAUSE
1. Previous child ? RDS, Premature infant (36 weeks)
with Down’s
2. Previous repeated Several tung hemorrhage ?
neonatal death hours
3. Advanced 14 hours RDS, Premature infant (28 weeks)
maternal age
4, Previous child 4 days Ileus, Intestinal obstruction
with Down’s
5. Advanced ' I month Meningitis
maternal age
6. Previous child 3 months Killed by Mother
with Down’s
7. Previous child 4 months Affected (Pompe’s?) child
with Pompe’s
8. Previous child 9 months Hurler’s
with Hurler’s
Table 14
FOLLOW-UP EVALUATION (3
Age at Follow-up Evaluation
AGE . METHOD "];ﬁﬁ?5$2;ﬁifAi5§;_“ TOTAL
< 3 months | Examination® ! 405 6 (1.4%)
. Questionnaire** | O 1 1
= 3 months Examination 54 41 95 107 (25.3%)
< | year Questionnaire 5 7 12
-—.>_'- 1 vear Examination 80 65 145 180 (42.6%)
< 3 years Questionnaire 21 14 35
23 vears Examination .56 56 112 130 (30.7%)
= Questionnaire 8 10 18
Total Examination 191 166 357 423 (100.02)
Questionnaire 34 32 66

Deaths --------=memcmemmmmcmerr ke 8
Lost to follow-up or not followed vet -- 66

Total 1ive bIrths ----m--mmmmoommoeeemme 497

# Followed by at least one time of physical examination
es Followed by guestionnaire only
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Table 15

FOLLOW-UP EVALUATION (4)

Physical Development

Length
UNDER | YEAR I - 3 vEARS OVER 3 YEARS
NUMBER < 250" numeer < -28D° NUMBER < =280
CASES NUMBER PERCENT | CASES NUMBER PERCENT | CASES NUMBER PERCENT
MALE | 98 2.0 | 9% 2.1 95 1.1
FEMALE | 78 - 78 - 78 0 -
| TOTAL | 176 2 I.] 173 2 [.2 173 . I 0.6
* Ministry of Health and Welfare
Welght { 1970 )
UNDER | YEAR I - 3 YEARS OVER 3 YEARS
NUMBER < 250" nomeer < 28D NUMBER < =280
CASES . NUMBER PERCENT | CASES NUMBER PERCENT | CASES NUMBER PERCENT
[-_' .
MALE 99 4.0 99 2 2.0 98 3 3.1
FEMALE | 79 - 79 1 1.3 78 1 1.3 .
TOTAL | 178 4 2.2 178 3 1.7 i76 4 2.3
" Head Circumference ?if;$§r¥ of Health and Welfare
UNDER | YEAR I - 3 vears OVER 3 YEARS
NUMBER <-250"  inumeer < -250° NUMBER < -25D"

CASES NUMBER PERCENT

CASES NUMBER PERCENT

CASES NUMBER PERCENT

MALE | 57 0 - 57 0 - 56 0 -
FEMALE | 57 1.8 57 | 1.7 57. 1 1.8
TOTAL | 114 I 0.9 114 I 0.9 113 I 0.9

* Ministry of Health and Welfare

( 1970
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Table 16
FOLLOK-UP EVALUATION (5)

Holding head up, Sitting up, Walking alone

AGE HOLDING HEAD UP (Z) ] s1TTING UP (F) WALKING ALONE (1)
TOTAL MALE FEMALE TOTAL MALE FEMALE TOTAL MALE FEMALE
1-2 Moomus 1.5 0.9 2.2
2-3 - 26,6 24.5 29.2
3-4 91.2 90.6 92.4
4-5 98.7 98.1 100.0 1.2 1.2 1.2
5-6 [ _99,3_ 99,1 _ 1.1 1.8 103
6-7 99,7 99 53.2 53,0 53.3
7-8 0.4 91.1 89.7
8-9 97.3 98.2 95.4 1.4 1.9 0.7
9-10 100.0 100.0 99.1 93,4 98.8 5.1 4.4 5.8
10-11 100.0 100.0 100.0 | 16.3 13,3 19,7
1-12 37.6 32,3 43.8
1 Yesr 0-1 Mot - “l 644 60.1 69,3
1-2 76,9 73.4 81.0
2-3 89.8 88.6 9.2
3-4 95.9 95.6 96.3
§-5 99,3 99.4 99,3
61
6- 100,0 100.0 100.0
Table 17
FOLLOW-UP EVALUATION (6)
Mental Development (1)
Total number of caoses tested --------- 403
Total number of developmental test --- 594
~ Tsumorl - Gesser’s . NuMBER
AGeE AT TEST INAGE’S (screening ) TESTS
Interview © 152 1
under 1 vear < gecrionnaire 7 =>159 g 18 178
Interview 201::> I
I -3 Questionnaire 19 220 63 74 294
Interview 108 -
Over 3 years <:f0uest10nn01re Iu::> 122 - - 122

Interview 461 12
Total <Questionnoire 40>501 g1 B >9%

—118—



Table 18
Mental Development (2)

+++‘Development01 Quotients ( Tsumori-Inage’s ) +++

AGE AT TEST NUMBER OF TEST Da (ConTROL®)
Under 1 vear 159 109.7 £ 20.0 (102.8 +17.2)

I - 3 220 107.0 £ 18.6 ( 104.4 + 13.4)
Over 3 years 122 125.3 + 19,2

* Tsumori-Inage (1970)

Table 19
Mental Development (3)

+++ Evaluation of mental development +++

AGE at NUMBER EVALUATION
THE LAST EVALUATION  CASES NORMAL _ ABNORMAL GUESTIONABLE

Under 1 vear 101 99 0 2
1 - 3 182 175 1* 6
Over 3 years 120 118 | il 1
Total 403 392 2 9

(100.0%)  (97.3%) (0.5%) (2.20)

* mental retardation
** cerebral palsy
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Table 20
FOLLOW-UP EVALUATION (7)

Selected Abnormalities on Physical Examination

Abnormality Qﬂﬂgﬁ{ Percent
Microcephaly i 0.28
Abnormal head shape 4 1.12
Wry neck 3 0.84
Myopia 1 0.28
Strobismus y 1.12
Heart murmur, no known anomaly 3 0.84
Heart murmur, with known anomaly 4 1,12
Pigmentation 7 1.96
Hemangioma 4 1.12
Cafe-au-lait spots I 0.28
Milroy’s disease 1 0.28
Needle mark ( suspicious ) 4 I.12
Needle mark ( questionable ) 276 0.56>1'68
Hernia 5 1.40
Atresia ani ( operation ) I 0.28
Undecended testis I 0.28

" Hydrotestis I 0.28
L.C.C. 3 0.84
Clubfoot I 0.28
Knock knee 1 0.28

Number of cases examined ---- 357
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